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ABSTRACT

This study was conducted to clarify the actual status of oral symptoms related to the systemic and
eating/swallowing functions, and the effect of ageing for those conditions in patients with Rett
syndrome. The subjects were 38 females aged from 4 to 63 years diagnosed with Rett syndrome.
The examination items were age, nutritional status, gross motor functions, history of epileptic
seizures, antiepileptic drugs use, history of pneumonia, respiratory status (apnea, hyperventilation,
and aerophagia), ingested food type, eating/swallowing functions, dysphagia symptom, occlusal
condition, eating independence level, palate shape, and bruxism. Using Pearson's correlation
coefficient, no significant correlation between age and nutritional status was observed (Rohrer
index: p=0.12, BMI: p=0.22). When the other inter-item relationships were evaluated by the x
square test and Fisher's exact test, a significant correlation was recognized between gross motor
functions and oral functions (p < 0.01 ), between gross motor functions and swallowing function (p <
0.05), and between respiratory status and oral functions (p < 0.05). The investigation of the
characteristics of patients with Rett syndrome suggested that decreased gross motor functions,
such as gait function, and the appearance of respiratory status might herald the development of
eating/swallowing dysfunction.
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INTRODUCTION
Rett syndrome is a neuro-developmental
disease caused by mutation of the MECP2
gene on the X chromosome, which results in
intellectual impairment, an autistic feature,
varying degrees of movement impairment,
epilepsy and other disorders (Amir, Van den
Veyver, Wan, Tran, Francke, Zoghbi, 1999). It
occurs in one out of every 10,000 females.
There are no abnormalities during the perinatal
period, and nearly normal mental development
is seen until 6 months after birth, but thereafter
muscle tension gradually increases with aging,
eventually resulting in spastic paralysis and
intellectual impairment (Suzuki & Hirayama,
2005). Furthermore, stereotypical hand
movements are characteristically seen,
autonomic disorder, and eating/swallowing
dysfunction reportedly develops in many cases

(Suzuki et al, 2005; Matsuishi, 2013; Fuertes
Gonzalez, Silvestre, Almerich-Silla, 2011).
However, only few reports have referred to
eating/swallowing dysfunctions accompanying
the progression of symptoms specific to Rett
syndrome (Oddy, Webb, Baikie, Thompson,
Reily, Fyfe, Young, Anderson, Leonard, 2007;
Tommessen, Kase, Heiberg 1992; Morton,
Bonas, Minford, Tarrant, Ellis, 1997), and the
actual status of these functions has not yet
been sufficiently examined. On the other hand,
it was thought that Rett syndrome with
malocclusion and bruxism as they are
considered likely to be associated with
orofacial muscle, some of their
eating/swallowing dysfunctions might be
improved by orofacial myofunctional therapy.
Therefore, this study was conducted to clarify
the actual status of symptoms related to the
systemic, oral and eating/swallowing functions

